SUMMARY A female with the Weaver syndrome is reported. In addition to the characteristic manifestations of overgrowth and advanced bone age, the facies were typical, with a broad forehead, hypertelorism, a long philtrum, micrognathia, and large ears. Like most other patients with Weaver syndrome, she was developmentally delayed, hypertonic, and had a hoarse voice. Other clinical features included prominent finger pads, narrow hyperconvex nails, small and narrow chest, unilateral dislocated distal ulna, and abnormal thoracic vertebrae.
There is still limited information about the clinical course in the Weaver group.bmj.com on July 6, 2017 -Published by http://jmg.bmj.com/ Downloaded from Discussion Our patient has typical features of Weaver syndrome, as well as some less common manifestations including respiratory difficulties and thoracic and vertebral deformities. Although bone age was advanced it apparently did not alter between 2-3 and 3-2 years. However, this apparent stasis may be seen normally and does not necessarily imply true failure of maturation.
The syndrome was first described in two male infants by Weaver et al in 1974.' Subsequent reports have been mainly of sporadic cases and include six males2-7 and only one female.8 Roussounis and Crawford" described sibs (a girl and a boy) as having the Weaver syndrome but we, with other authors,7 it) consider that there is insufficient evidence to confirm their diagnosis. Jalaguier et al'2 described a girl and her brother who they believed demonstrated overlap of the Weaver syndrome with the Marshall-Smith syndrome. In the latter, in addition to advanced bone age, failure to thrive and death in infancy are common, and the facies are characterised by small facial bones, a prominent clavarium, a low nasal bridge, and a short nose with anteverted nostrils. Abnormally shaped middle phalanges of the fingers are also seen. Features common to both syndromes include camptodactyly, herniae, a long philtrum, and large ears. Fitch compared the two syndromes and concluded that they are separate.10 13 She believed the two sibs described by Jalaguier et al'2 had the Weaver syndrome. However, against the diagnosis of the Weaver syndrome are the small size of the female sib at birth (weight 2790 g, length 49 cm), her failure to thrive (weight at 30 days 2700 g), the generalised hypotonia in both the sibs, and their death in early infancy. Both had an unusual appearance of the eyes, described as 'ptosis' in the boy and downward slanting 'limited' palpebral fissures in the girl. As yet, we believe there is insufficient evidence for autosomal recessive inheritance in the Weaver syndrome. As the eye manifestations in the sibs of Roussounis and Crawford" and of Jalaguier et al'2 are similar and hypotonia is also a feature, perhaps they have a separate disorder associated with advanced bone age.
There have been, therefore, only two definite cases of Weaver syndrome in girls. The reason for the male preponderance in reported cases is uncertain and may be fortuitous. Reports of further cases are clearly needed to clarify these issues.
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